Pyrroline-5-carboxylate reductase 2 (EC 1.5.1.2) is involved in the endogenous proline synthesis electroencephalography (EEG) showed intermittent diffuse 2-3 Hz delta slowing indicating 48 cortical encephalopathy with no epileptogenic discharges at the age of 8 months. She underwent 49 video EEG recording, which showed four brief myoclonic jerks during drowsiness and 50 wakefulness with generalized 2.5-3 Hz spike-and polyspike-and-wave complexes. There was 51 intermittent sharply contoured slow-wave activity over bilateral temporal head region during 52 sleep. She was started on levetiracetam.
At the age of 18 months, she was attempting to reach objects, roll from prone to supine and was brows, up-slanting palpebral fissures, long eye lashes, bulbous nasal tip, absent anti-helix 57 bilaterally and plagiocephaly. She had central hypotonia. Muscle stretch reflexes were +2 and 58 symmetrical.
59
Chromosomal microarray, ammonia, lactate, acylcarnitine profile, plasma amino acids, total and 60 free carnitine, total homocysteine, very long chain fatty acids, transferrin isoelectric focusing, 61 urine organic acids, urine oligosaccharides and urine creatine, and guanidinoacetate were normal.
62
Brain MRI showed delayed myelination, and thin corpus callosum. Clinical whole exome 63 sequencing (WES) identified a known pathogenic homozygous variant c.796C>T (p.Arg266*) 4 64 (NM_013328.3) in PYCR2 confirming the diagnosis of pyrroline-5-carboxylate reductase 2 deficiency. Both parents were heterozygous for the same variant.
We summarized clinical and neuroimaging features and genotype results of 24 patients including 67 our current patient with pyrroline-5-carboxylate reductase 2 deficiency in Table 1 . We listed Table 1 . 3-6 Twelve PYCR2 variants in 18 families were identified and seven of 71 them (58%) were missense and five of them (42%) were truncating. Eight patients had a homozygous known p.Arg266* variant in PYCR2. We grouped patients into two groups based on the type of variant (truncating variants in 12 patients; missense variants in 12 patients), to compare the frequency of seizures, hyperkinetic movements and non-ambulation. In both groups, seizures (50%) and non-ambulation (92%) were reported at the same frequency. Whereas compared to missense variants (50%). We also grouped patients into two groups including patients). In both groups, seizures (50% in both groups) and non-ambulation (87.5% of the 80 patients with the p.Arg266* variant and 94% of the patients without the p.Arg266* variant) were 81 reported at the similar frequencies. Whereas, hyperkinetic movements seemed to be more 
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